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CLINICAL GENETICS

Time to make rare disease diagnosis accessible
to all

Studies have demonstrated the value of genomic analysis for the diagnosis of rare diseases, but accessibility is still
in its infancy; global data sharing is needed to further advance our knowledge of all causes of rare disease.

Rehm, Nature Med 2022
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Cancer Genetics and Comparative Center for Genomics and Data Center for Precision Health Research?»
Genemics Branch> Science Research>

The Center for Precision Health Research,
The NHGRI Cancer Genetics and Comparative MNHGRI center focused on computationally formerly Medical Genomics and Metabolic
Genomics Branch identifies and study genes that intensive approaches 1o analyze large-scale Genetics Branch, studies how health and disease
contribute to cancer susceptibility and genomic data and identifying genetic are related to genetic, genomic and metabolic
progression. contributions to human disease. Variation.

{/I(H!(‘(’ /(("‘”Ifé’(// (j//lllf‘i’

NICHD NIDED

NATIONAL INSTITUTE

Nati | Institute of National Institute of Child Health
ON DRDC ABUSE E::\flir;r’::;]r'::m2?1tlall‘| e & Human Develapment National Institute on Deafness and U.S. National Library L
Health Sciences Other Communication Disorders of Medicine Center for Research on Genomics Medical Genetics Branch» Metabolic Medicine Branch>

and Global Health (CRGGH) »

National Institute of ‘H Nati 1H The Medical Genetics Branch studies inherited The Metabalic Medicine Branch houses dlinical
National Neurological Disorders ‘ m" " ‘ ‘ auona uman CRGGH facilitates understanding of the disorders of metabalism and of human and laboratory research programs that focus on
ye and Stroke | IIII Genome Research e orship between peneticyatiation and development. the development of new therapies for patients
Institute Instimte population differences in disease distribution to with genetic disorders.

inform health disparities.

National Institute
of General Medical
Sciences

ONAL
CER
INSTITUTE

National Institute
on Alcohol Abuse
and Alcoholism

ial and Behavioral h lational and '-I
*:*Z**RNL]RlS NG \?‘ NIMHD " NIAMS :l:;:c:)n Behavioral Researc Ll:\nnasn.i:\it;:g?az:h,Functlona

C H ' National Institute on Minority Health i - National Institute of Arthritis and

National Institute
of Allergy and
Infectious Diseases

GNIDDK
NATIONAL NATIONAL INSTITUTE OF
INSTITUTE DIABETES AND DIGESTIVE

ON AGEING AND KIDNEY DISEASES
National Institute

) of Mental Health National Institute of
National Heart 7 Biomedical Imaging and Bioengineering

Lung and Blood Institute fff v

NATIONAL INSTITUTES OF HEALTH

National Institute of Dental = = 2ne e Transiational : s
and Health Disparities ational Institute of Dental Misciloskeletal and Skin Diseases The Social and Behavioral Research Branch The Translational and Functional Genomics

and Craniofacial Research conducts research to apply genomic discoveries EBranch explores the genetic, epigenstic and

\ R e : i onsl e
m to improve health and dinical care. metagenomic basis of human disorders.

NHGRI



NHGRI clinical studies

* 80 non-exempt human subjects research studies
* 67 observational studies

e 13 interventional protocols (from psychosocial designs to gene
therapy trials)
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1. New therapies
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Patients and their families work with NIH researchers to advance research on Methylmalon... (n
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Their three children have a fatal disease,
and they refused to let the coronavirus
take away their only chance at saving

Learn more about Dr. Venditti's research on methylmalonic acidemia (MMA) in this

them
o Perspective by Theresa Vargas ﬂVuuTuhe Search Q
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lessica Lindquist and Niclas Flysjo at their home in Sweden with their children, left to right, Hampus, Julia and Isabella. (Courtesy of Niclas Flysjo) Proteus Syndrome Treatment - Leslie Biesecker with patient Jerry DeVries
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2. Figuring out ways to get more
answers
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